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Elucidation of mechanism for short stature with abnormal GH-IGF signaling
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Targeted resequencing using TruSight One sequencing panels and direct PCR
sequencing were performed in 18 patients with unknown short stature. We
identified a heterozygous IGFIR mutation (p.Tyr 888 X) in two patients. The mutation result in
defecit of the expression of IGFIR protein in transiently transfected cells.
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